Two sibs are described, the first of whom presented the classic Meckel syndrome triad of encephalocele, postaxial polydactyly, and characteristic renal cystic changes. The second sib had none of these abnormalities, but did show urethral atresia and preaxial polydactyly, two features previously described in some patients with Meckel syndrome. The two cases illustrate both the wide phenotypic spectrum of Meckel syndrome and the difficulty of attempting to define minimum diagnostic criteria for the disorder. The clinical implications arising from this problem are discussed. (J Med Genet 1994;31:482-485) The recessively inherited disorder known as Meckel syndrome is characterised typically by polydactyly, cystic kidneys, and a central nervous system malformation (usually occipital encephalocele (fig 1) had microcephaly with a large occipital encephalocele, postaxial polydactyly of both hands, and gross distension of the abdomen owing to massive bilateral renal enlargement. Histologically the kidneys showed typical Meckel-type cystic changes, and there was a ductal plate malformation of the liver (fig 2) . Chromosome analysis was normal.
The recessively inherited disorder known as Meckel syndrome is characterised typically by polydactyly, cystic kidneys, and a central nervous system malformation (usually occipital encephalocele).'3 However, studies of families in which the proband had at least two of these three features showed that there is wide phenotypic variation within the disorder."6 Other associated abnormalities included cleft lip/palate, anophthalmia/microphthalmia, ductal plate malformation of the liver, and cardiac and genital anomalies, but some sibs only possessed one of the three classical abnormalities. This has prompted a number of authors to address the problem of what should be considered as minimum diagnostic criteria for Meckel syndrome.
The pattern of renal cystic change typically encountered is characteristic of the disorder7 and it has been proposed that a diagnosis of (fig 2) . Chromosome analysis was normal.
Ultrasound scans during the third pregnancy showed oligohydramnios and a cystic mass within the abdomen of the fetus accompanied by bilateral hydronephrosis. The fetus died in utero and labour was induced. On external examination there was early maceration, and body measurements were those of 22 to 23 weeks' gestation (in keeping with the date of the LMP). The mouth was wide with full lips, the nose was rather flat, and there was micrognathia (fig 3) . The left ear was posteriorly rotated and low set. The cranium and head circumference were normal; in particular there was no evidence of encephalocele. The left foot showed preaxial polydactyly, with three extra digits arising from the medial aspect of the foot ( fig 4) ; on x ray all had three phalanges but only the lateral two had metatarsal bones. The other three limbs were normal and there was no bowing of the long bones. The urethra was atretic just distal to its origin from the bladder, which was massively dilated; there was associated bilateral hydroureter and hydronephrosis ( fig 5) . The renal parenchyma of both kidneys showed diffuse thinning and multiple subcapsular cysts up to 0.5 mm in diameter. Histologically there was general preservation of the renal architecture ( fig 6) . The subcapsular cysts were predominantly at the level of Bowman's capsule (glomerular cysts) and there was marked dilatation of the collecting ducts within both the medulla and cortex associated with focal increase in medullary connective tissue. However, cartilage, so called primitive ducts, and other features of renal dysplasia7 were not observed.
The brain was of normal weight (75 g) and on macroscopic and histological examination showed no evidence of congenital anomaly. 
